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PE3IOME. HeoHaTanbHbI CKPUHWUHT HaLeSleH Ha AOKIMHUYECKOE BbISIBNIEHWE HACNeLCTBEHHbIX M BPOXIEHHbIX
3a60N1e€BaHWii C LeNblo PaHHEro Hayana nevyeHus, NPoOUNAKTUKM MNALEHYECKO CMEPTU U UHBaANUAM3aLNUK
aeteit. B Poccuiickoii ®epepauum ¢ 2023 r. npoBoguTcA 06CiefoBaHMe HOBOPOXAEHHbIX Ha 36 HacneACTBEH-
HbIX W BPOX/AEHHbIX 3a60/1eBaHWiI C OpraHM3aLMOHHbIM pa3iefleHNEM Ha [Ba BMa NMOMOLLN: HeoOHaTabHbIiA
CKPWUHWHT, B KOTOPbIA BXOAMT 06CnefoBaHue Ha 5 3aboneBaHUi, N PpacLUIMPEHHbIA HEOHATaNbHbIA CKPUHUHT,
BKJIHOYalOWW N 06cnefoBaHmne Ha 31 3ab6oneBaHne — aMMHOALWMAONATAM, OPraHMYeckne aLuuaypun, HapyLweHus
0€eTa-0KMCNEHMSA XXUPHBIX KUCSIOT, NepBUYHbIE UMMYHOAEPULNTDI, CTMHANbHO-MbILWEYHY0 aTpoduto. CKpUHUHTY
noAnexart Bce 6e3 UCKITIOYEHNSI HOBOPOXAEHHbIE AeTU. 3a60p 06pa3L,0B KanuIsipHOI KPOBM OCYLLECTBAAETCA
N3 NATKN HOBOPOX/EHHOTO B Bo3pacTe 24-48 4y AOHOWEHHOrO U Ha 7-e cyTku (144-168 4) XWU3HW y Hepo-
HOLUEHHOrO HOBOPOX/EHHOr0. BpeMsi NpoBeAeHNS CKPUHWUHIOBBIX UCCRef0BaHNIt cocTaBnseT He 6onee 72 Y
OT BPEMEHU NOCTYNEHNS TecT-0/1aHKOB B 1abopaToOpuio. B fnarHocTuke NpuMEHSTCS UMMYHODEPMEHTHbI
aHanus, GnyopuMeTpuYeckmnii MeToa, TaHAEMHasi MacC-CNeKTPOMETPUA U MONEKYNSAPHO-TEHETUYECKNE METOLbI.
[ns kaxporo 3aboneBaHusi paspaboTaHbl aNropMTMbl AUArHOCTUKK. [py NOATBEPXKLEHUM NATONOTNMN PEOGEHKY
HasHayaeTcs NaToreHeTUYeckas Tepanus. B ctaTbe npuBefeH nepeyeHb 36 HO3010rMYeCKUX HOPM, BKNHOYEHHbIX
B NPOrpamMmmy HeoHaTaNnbHOro CKPUHKHIA, U ONUCaHbI KJMHWYECKME XapaKTEPUCTMKK LS KaXaoro 3abonesa-
Hus. Cembe, B KOTOPOW BbisiB/IeH pe6eHOK C HacneCTBEHHbIM 3a60/1eBaHUEM, NOKa3aHO MeINKO-TEHETUYECKOE
KOHCYNIbTUPOBaHuUe.

KNOYEBDBIE CJTOBA: HeoHaTasibHblii CKDUHUHT, BPOXAEHHbIN rMMOTUPEO03, MyKOBUCYUAO3, aiPEHOreHNTaNbHbIM
CUHAPOM, ranakTo3eMmus, He0CTaTOYHOCTb OBMOTUHMAASbI, PACLUIMPEHHDII HEOHATabHbIA CKPUHUHT, aMUHOaUM-
Jonatuu, opraHnyeckune ayugypun, HapyLeHns 6eTa-0KUCTEHNUS XUPHBIX KNCIIOT, NEPBUYHbIE UMMYHOZEPUUNTBI,
CMUHabHO-MbIlIeYHas aTpopus

UcTouHUK pUHaAHCUPOBaHUA. ABTOPbI 3asiBASIKOT 06 OTCYTCTBUM BHELLHErO GUHAHCUPOBAHUS MPKU NMPOBEAEHUU UCCAEAOBAHWS.
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ABSTRACT. Neonatal screening is aimed at early preclinical detection of hereditary and congenital diseases in
order to start treatment early, prevent early death and disability of children. In the Russian Federation since 2023
Newborn babies are examined for 36 hereditary and congenital diseases with an organizational division into two
types of care: neonatal screening, including screening for 5 diseases, and extended neonatal screening, including
screening for 31 diseases: aminoacidopathy, organic aciduria, disorders of beta-oxidation of fatty acids, primary
immunodeficiency, spinal muscular atrophy. All newborns, without exception, are subject to screening. Capillary
blood samples are taken from the newborn’s heel at the age of 24-48 hours in a full-term baby and on the 7t day
(144-168 hours) of life in a premature newborn. The time of screening tests is no more than 72 hours from the
time of receipt of test forms in the laboratory. The diagnosis uses enzyme immunoassay, fluorimetric method,
tandem mass spectrometry and molecular genetic methods. Diagnostic algorithms have been developed for each
disease. If the pathology is confirmed, the child is prescribed pathogenetic therapy. The article contains a list of 36
nosological forms included in the neonatal screening program, and describes the clinical characteristics for each
disease. A family in which a child with a hereditary disease is identified is indicated medical genetic counseling.

KEYWORDS: neonatal screening, congenital hypothyroidism, cystic fibrosis, adrenogenital syndrome, galactosemia,
biotinidase deficiency, expanded neonatal screening, aminoacidopathies, organic acidurias, disorders of fatty acid
beta-oxidation, primary immunodeficiencies, spinal muscular atrophy
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BBEAEHUE

HeoHaTanbHbI CKPUHUHI HaLeneH Ha [OK/UHU-
Yeckoe BbISIBNIEHNE HACNeACTBEHHbIX U BPOXAEHHbIX
3a60neBaHNii C LieNbl PaHHEro Hayana JieyeHuns, npo-
GunakTUKn MnageHYeckoit CMepTU U MHBanMAmsaLum
aeteii. B Poccuiickoii ®epepaummn (P®) maccoBoe 06-
cNef0BaHWe HOBOPOXAEHHbIX AeTell Ha (EHUNKETOHY-
puto HayaTo ¢ 1985 r., BPOXAEHHbIA rMNOTUPEO3 — ¢
1993 r. fononHutensHo ¢ 2006 r. B PO BHefpeH ckpu-
HUHT Ha MYKOBUCLMAO03, apeHOreHUTaNbHbIi CUHAPOM,
ranaktosemuto (npukas MuHsgpascoupassutus PO ot
22.03.2006 r. N2 185 «O maccoBoM o6cnefoBaHUN HO-
BOPOXJEHHbIX AeTel Ha HacnefCTBeHHble 3abonesa-
Husi»). C 2023 r. B PO npoBoauTcs o6cnefoBaHue Ho-
BOPOX/EHHbIX Ha 36 HaCcNeACTBEHHbIX U BPOXIEHHbIX
3a60neBaHuWii C OpraHU3auyMoHHbIM pa3feneHnem Ha
[Ba BUAA NOMOLLN: HEOHATaNbHbIA CKPUHWHT, BKIOYa-
towmin obcnefoBaHne Ha 5 3aboneBaHuii, U pacLUMpeH-
HbIA HeOHaTaNbHbI CKpUHUHT (PHC), B KOTOPbIii BXOAUT
obcnenoBaHme Ha 31 3aboneBaHue: aMMHOALMAONATIH,
OpraHuyecKkue aungaypum, HapyweHus 6eTa-oKucneHns
XXUPHBIX KACNOT, NepPBUYHbIE UMMYHOLEGULMTBI, CNK-
HaNbHO-MbIWEYHYl0 aTpouto. B HacTosiee Bpems
nccnefoBaHus B paMKax HEOHaTalbHOrO0 CKPUHMHrA
(Ha BPOXAEHHDII TMNOTUPEO3, MyKOBUCLMA03, afipeHO-
FEeHUTanbHbI CUHAPOM, ranakTo3eMuto, HeJocTaTou-
HOCTb 6MOTMHMAA3bI) NPOBOAATCA B NabOpPaTOPUSX He-
OHaTanbHOr0 CKPUHUHIa PermoHanbHbIX YYpeXAeHN,
B OCHOBHOM 3TO M@AMKO-TEHETUYECKNE KOHCYNbTaLMK
(MrK). B P® oprannsoBaHo 10 LEHTPOB, OCYLLECTBASIHO-
LWMX AMArHOCTMKY Ha 3aboneBaHusa B pamkax PHC. Oc-
HOBHbIMM OpPraHW3aLMOHHLIMK [LOKYMEHTaMu, obecne-
YMBaOLWMUMK MPOBELEHNE HEOHATaNbHOr0 CKPUHUHIA,
ABnATCA npukas Munsgpasa Poccun ot 17.04.2025T.
N2 222H «06 yTBEpxAeHun Mopanka OKasaHWUst Mepu-
LMHCKOI nomoLuy no npoduato “HeoHaTonorus”, npu-
ka3 MuHsapaea Poccum ot 21.04.2022 r. N2 274H «06
yTBEpXAeHUu Mopsfka okazaHus MeaULMHCKOW NOMO-
WM NaLueHTaM C BPOXAEHHbIMU U (MM) HAacNeACTBEeH-
HbIMK 3a60/11eBaHNAMMY, NpKUKa3 MuHsapaea Poccun ot
19.12.2025 r. N2 745H «O BHECEHUM U3MEHEHWIA B NMYHKT
10 MNopsgka okasaHWsi MeAULMHCKON MOMOLLM NaLueH-
TaM C BPOXAEHHbIMU U (MNM) HAcNeACTBEHHbIMM 3a-
60neBaHNUAMM, YTBEPKLEHHOTO NpuKasoM MuHuUCTep-
CTBa 3[paBooxpaHeHus Poccuiickoii depepauum ot
21.04.2022 r. N2 274u», pacnopsixeHue paButenbcTea
P® ot 09.06.2022 r. N2 1510-p «O 3akynke OKY “Depe-
panbHblii LEHTP NIaHUPOBaHUS U NIEKapCTBEHHOIO 0be-
cneyeHus rpaxgan” MuHsgpasa Poccumn MeguumHekoro
060py0BaHNA ANS OCYLIECTBNEHUS PACLUIMPEHHOTO He-
OHaTaNbHOrO CKPUHUHTa» (C M3MEHEHUAMU W [OMOSHE-
HuUAMK), npukas Munagpaea Poccum ot 27.12.2022 r.
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N2 808H «06 yTBEpXAEHMUMU nepeyHeil GefepanbHbIX
roCyAapCTBEHHbIX MEAULMHCKNUX OpraHu3aLuii, 0THO-
cawmxca K BefieHno cy6bekToB Poccuiickoii degepa-
LMK, OCYLLECTBAAIOLWMX paCLUMPEHHDbI HEOHaTaNbHbIi
CKPMHUHT, @ TaKkXXe OCYLLEeCTBAAIOLLNX NPOBEAEHNE NOSL-
TBEPX/aKoLLeii 6MOXUMUYECKON, N(MNK) MONEKYNSPHO-
reHeTUYECKON, N(Mn) MONEKYNSIPHO-LIMTOreHETUYECKO
ANarHoCTMKK, U NPUKPENIEHHbIX K HUM Ccy6bekToB Poc-
cuitckoii depepauumn», MeToanyecKkne pekomeHgaLum
«MEeTOA NONyYeHNs Cyxoro NATHa KPOBM Ha TECT-61aHK
ANS NPOBefeHnst KNMHUKO-N1abopaTopHbIX UCCNefoBa-
Huii» (2022), paspaboTaHHble Accounaumnein MeauumH-
CKUX FeHeTUKOB U PoccuiiCKUM 06LLEeCTBOM HeoHaTo-
noro. Metofuuyeckue peKoMeHfaLMn pasMeLLeHbl Ha
caiite ®I'bHY «MeanKo-reHeTUYECKUI HaYUHbIA LEHTP
uMeHun akagemuka H.M. boukoBa», PernameHT uHdop-
MaLWNOHHOrO B3aMMOAEWCTBUA MEXAY MeAULMHCKUMU
OpraHusaumsamu nNpy NpoBeLeHN HeOHaTaNbHOrO 1 pac-
WMPEHHOTO HeOHaTaNbHOro CKpPUHUHIa. MHpopmaum-
OHHOEe B3aMMOJENCTBME B paMKax peannsaunm HeoHa-
TanbHOro ¥ paclUMpPeHHOro HeOHaTanbHOro CKPUHNHIA
Ha HacneAcTBeHHble 3aboneBaHUs OCYyLLeCTBASETCS
yepe3 Peructp HoBopoxaeHHbix (HHC) BUMUC «AKu-
HEO». 370 cneunanusmpoBaHHas BepTUKaNbHO UHTEr-
pUpoBaHHasi MeMLUMHCKas MHPOPMaLMOHHas cuctema
«AKyLIepCcTBO 1 ruHekonorus» u «Heonatonorus» Mun-
3pnpaBa Poccuu. PernameHT pasmelleH Ha caiite ®I'bY
«HaunoHanbHbI MeAULUHCKNIA nccneaoBaTenbCKuil
LIeHTP aKylwepcTBa, FTMHEKONOruM U NepuHaTonoruu
umenm B.N. Kynakosa» MuH3gpasa Poccum.

NOPAAOK NPOBEAEHUA HEOHATAABHOIO
(HEOHATAABHOIO PACLUMPEHHOIO)
CKPUHUHIA HA BPO)KAEHHbBIE
U/UAU HACNEACTBEHHBIE 3ABOANEBAHUA
CKPUHMHTY NOANexaTt Bce 6e3 UCK/YEHUS HO-
BOPOX[EHHble AeTH. 3abop 06pasLOB KanunnsapHoii
KPOBW OCYLLECTBNAETCSA M3 NATKN HOBOPOXLEHHOIO
B Bo3pacTe 24-48 4 y AOHOWEHHOro U Ha 7-e CYTKU
(144-168 u) XM3HM Y HELOHOLEHHOTO HOBOPOX/EH-
Horo. 3abop 06pa3L0B KPOBM OCYLLECTBISETCA Ha ABa
GunbTpoBanbHbIX 6YMaXKHbIX TeCcT-6naHKa: Ha OAMH
HaHOCMTCA MATb MATEH KPOBM ANA HEOHATanbHOro
CKPWUHMHTa, Ha BTOPOI — TPU NATHA ANA PaCcLIMPEHHO-
ro HeoHaTaNbHOrO CKpUHMHra. HanpaBneHue 3anon-
HSIETCS TOMbKO B 3/IEKTPOHHOM BUJE, pacrneyaTbiBaeT-
CA U NpuKpennseTcs K TecT-6nanky. Bece TecT-6naHku
C o6pasuamun KpoBM JOCTAaBAAIOTCA B PErMoHabHble
nabopaTopun HEOHATaNbHOrO CKPUHUHIA, B KOTOPbIX
NPOBOAATCA UCCNEA0BaHUA Ha NATb 3aboneBaHuii B
paMKax HeoHaTanbHOr0 CKPWHMHIA, U OpraHu3yeTcs
OTNpaBKa TecT-6/1aHKOB B NMPUKPENNEHHble LEHTPbI
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AN NPOBEAEHNS PACLUMPEHHOTO HEOHATaIbHOrO CKpH-
HUHra. Bpems npoBefeHus CKPUHMHIOBbIX UCCNEeAoBa-
HUIN cocTaBnsieT He 60nee 72 Y OT BPEMEHM NOCTYne-
HUA TeCT-6N1aHKOB B nabopaTopuu. B TeueHune 24 ynocne
nonyyeHns MHGopMaLmmu 0 HOBOPOXXAEHHOM M3 FPynnbl
BbICOKOrO pUCKa B PEruoHe OCyLLeCTBASETCA Bbl30B
Ha npuem B MI'K gnsa 3a6opa 06pasLioB KpOBM 1St MO-
BTOPHOrO CKPUHUHIOBOrO UCCNeAoBaHuUs MK 3abopa
6uonorunyeckoro Matepuana (KpoBb, Moya) Ans npoBse-
JeHua NoATBepXAaoWen AMarHoCTUKK, NPUHUMAeTCA
peweHne 0 HEO6XOAMMOCTM rocnMTanusaLnm, HasHa-
YEHUW Tepanuu, HanpaBfeHUU K crneLnanucTty no npo-
dunto 3abonesaHus. MoaTBEpPXAALOLLAA ANArHOCTUKA Y
HOBOPOX/EHHbIX C NOLO3PEHNEM HA HACNEACTBEHHbIE
3a60N1eBaHNA, BbISB/IEHHbIE MPU PACLUMPEHHOM HEOHa-
TanbHOM CKPUHWHTe BO BCex pernoHax PO, nposogutcs
B OI'BHY «MefuKo-reHeTUYeCKUIA HayYHbIN LeHTp UMe-
Hu akagemuka H.IM. boukoBa» (r. MockBa), KOTOpbIii Bbl-
nonHseT GyHKUMK pedepeHcHOro LeHTpa. MpoBeneHune
MOATBEPXKAAOLLMX UCCIIEL0BAaHUIA COCTABIISIET He 6onee
10 pabouux fHeii. B guarHocTuke NPUMEHSIOTCS UMMY-
HOhEPMEHTHbIN aHanu3, GNyopuMETPUYECKUIA METOS,
TaHAEMHasi MacCc-CNeKTPOMETPUA U MONEKYNAPHO-TEHE-
TUyeckne MeTogbl. 1A Kaxaoro sabonesaHus paspa-
60TaHbl anropuTMbl guarHoctuku. Mpu nogTBEPXAEHUM
naTonorun pebeHKy HasHayaeTcs naToreHeTuyeckas
Tepanus [1]. NlekapcTBeHHOE 06ecneyeHne OCyILeCTBNS-
€TCS 3a CYET PErMOHaNbHOro, PefiepanbHOro 6 LKETOB,
a Takxe 3a cyeT ['ocyfapcTBeHHoro ¢boHga nomouu
JeTAM C TSXKEeNbIMU U pefKkuMu 3aboneBaHnamm «Kpyr
po6par. [ins 6onblWNHCTBA HO3010rMYecKnx hopm pas-
paboTaHbl GefepanbHble KIMHUYECKNE PEKOMEHALNN.
Mo utoram ®epepanbHoit nporpammbl PHC 3a
2024 r. BO BCex cybbekTax Poccuiickoii depepaumn
poaunoch 6onee 1226 Toic. feTeir. OXBaT NEPBUYHbIMU
uccnefoBaHusMmu coctasun okono 99%. B rpynny puc-
Ka nonanu okono 1,6% obcnefoBaHHbIX. inarHo3 Toro
WM MIHOTO HacNeLCTBEHHOMO 3a60/1eBaHNS, BXOAALLETO
B CKPUHUHT, B TeyeHue 2024 r. nogTBepaunca y 726 ge-
Teil, n3 HUX 430 HOBOPOXAEHHbIX C HAaCNeACTBEHHbIMM
6onesHsMKU 06MeHa BellecTB, 121 HOBOPOXAEHHbIN C
nepBuYHbIMK UMMYHOAebuLnTaMu, 175 HOBOPOXKAEH-
HbIX CO CMUHANbHOW MbllweyHoi atpodueii’ [2]. B PO
¢ 2026 r. nnaHupyeTca pacluMpeHne HeoHaTanbHOro
CKPWHUWHIa Ha [Ba HacnejCTBEHHbIX 3a60NeBaHuA:
aeduuut AekapboKcuiasbl apoOMaTUYECKNUX KUCTOT U
X-cuenneHHas agpeHonenkogucTpodus.

" NopBepeHbl utorn depepanbHoit NporpaMmbl paclum-
PEHHOro HeoHaTanbHOro ckpuHuHra 3a 2024 rog. URL: https://
med-gen.ru/press-tcentr/novosti/podvedeny-itogi-federal-noi-
programmy-rasshirennogo-neonatal-nogo-skrininga-za-2024-
god/ (nata o6pauierus: 10.11.2025).
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EDITORIAL

BOAE3HMU, BbIABNAEMbIE B PAMKAX
HEOHATAAbHOIO CKPUHUHTA

BpoxaeHHblit runotupeos (koabl no MKB-10 —
E03.0 BpoxaeHHblii runotupeos ¢ AudadysHoimM 3060M;
E03.1 BpoxAeHHblii runoTupeos 6e3 306a)

B 80% cnyyaeB 3aboneBaHne BO3HWKAeT Bcepn-
CTBUE BPOXAEHHbIX aHOMaNuii LWUTOBUHOI Xenesbl.
Mpu npoBefieHMN CKPUHUHTA UCCneayeTcs ypoBeHb
TupeoTponHoro ropmoHa (TTr). Mpu 3HayeHun TTI
BbILLE NOPOroBOro NOBTOPHO ONpPefenseTcs ero ypo-
BeHb (peTecT). Mpu ypoBHe TTI KanunnsipHoit KPOBK
6onee 40 MEL/n cpasy HasHavyaeTcs ieyeHue A0 No-
ny4yeHus pesynbTaToB peTecta. Cnegyowmnm atanom
ABNSETCA onpeaeneHne yposHen ropmoHoB TTI u
cBo6ogHoro T, B BEHO3HON KpoBu. MNpu NOAO3PEHUN
Ha BPOXJAEHHbI runoTupeos auddepeHymanbHyio
JMarHocTuKy pasHbix GOpM runoTupeosa u neyeHue
rOPMOHO3aMeCTUTENbHON Tepanuei ocyu,ecTnseT
Bpay-aHAoKpUHonor. Mpu oTCYTCTBUM IeYEHUS OCHOB-
HbIMWU KJMHUYECKUMM NPOSIBNEHUAMU AIBNAOTCA 3a-
JepXxKa YyMCTBEHHOro 1 gusuyeckoro passutus. Ya-
CTOTa BPOXJIEHHOrO runoTupeosa B PO no pesynbraty
HeoHaTanbHOro ckpuHuHra coctaenset 1:3600 [3].

Mykoeucumnpos (ko no MKB-10 — E84.9 Kuctos-
HbIi pU6PO3 HEYTOUHEHHbI (MyKOBUCLNA03))

MykoBMCLUMA03 — HAacNeACTBEHHOE 3aboneBaHue
C ayTOCOMHO-peLiecCMBHbIM TUMOM HacnefoBaHus.
lpu NnpoBefeHUN CKPUHUHTA ONpeAenstoT YpOBEHb
UMMYHOpeakTMBHOro TpuncuHoreHa (UPT). Mpu no-
BbILIEHWM MOPOrOBOro 3HAYEHUs NPOBOAUTCA pe-TecT
Ha 21-28-it AeHb XWU3HW, TaK KaK B AafibHENLILEM aK-
TMBHOCTb MPT cHuxkaetca. Metogamu nogreepxja-
foLLei MarHoCTUKM ABNAOTCA NPOBEAEHNE NOTOBOA
npo6bl M MONEKYNAPHO-TeHeTUYECKas ANarHoCTUKa —
MOMCK NaTOreHHbIX BapuaHToB (MyTauuil) B reHe
CFTR. OCHOBHbIe KNUHWUYECKWE NPOSABIEHNUA — Xpo-
HUYeckue 3aboneBaHus AblxaTeNbHbIX NyTeii U Xeny-
LOYHO-KMLIEYHOro TpakTa. B page cnyyaeB y pebeHka
c MyKoBucuupo3om nokasateno UPT npu poxpeHuu
HaxoguTca B npegenax pedepeHCHbIX 3HaYeHMmid, no-
9TOMY NpW pa3BUTUN XapaKTEPHOI KIIMHUYECKOI Kap-
TUHbI TpebyeTca UCKNYUTL MYKOBUCLMAO03 NyTEM
NpoBefeHUs MOTOBOI NPO6LI M/UAKU MONEKYNSAPHO-
reHeTUYECKOW JMarHocTukn. CoBpeMeHHoe neyeHue
MOXeT BK/loYaTb HasHayeHue TapreTHoOM Tepanuu,
BnvsoLWeit Ha yHKLUmMo MyTaHTHOro 6enka CFTR. Ya-
cTOTa MyKoBucLuao3a B PO coctasnsert 1:7400 [4].

BpoxxaeHHas aucOYHKLUUA KOPbl HaZNOYEYHNKOB
(appeHoreHuTanbHblii cuHapom) (koabl no MKB-10 —
E25.0 AgpeHoreHuTanbHble HapyleHWs, CBA3aHHble
c peduumntom depmenToB; E25.9 AgpeHoreHnTansHoe
HapyLUeHWe HeYTOYHEHHOE)
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BpoxgeHHas guchyHKUMA KOpbl HafmoYeYHUKOB
npeAcTaBneHa rpynnoii HacneACTBEHHbIX 3aboneBa-
HWiA C ayTOCOMHO-PeL,ecCUBHBIM TUMOM Hacnef0BaHus,
accoLMMPOBaHHbIX C HapylleHUeM CTepoujoreHesa.
Camoii yacToii hopmoii (6onee 90% cnyyaes) sBnseTcs
aeduunt 21-rugpokcunassl. [pu npoBeaeHUMU CKpU-
HUHra onpejensitoT ypoBeHb 17-oKcunporectepoHa
(17-OM). CKpMHWHT HalleneH Ha BbisiBNIEHME Knaccu-
yeckux GopM BPOXAEHHO! AUCOHYHKLMUM KOPbl Haj-
MOYEYHUKOB — CONbTEPSAIOLLYIO U BUPUNbHYIO. B pafe
CNyyaeB MOXET BbISIBAATLCS Heknaccuueckas dopma.
Y HOBOPOXAeHHbIX ¢ ypoBHeM 17-0I1 Bbliwie NOporoso-
ro 3HauyeHus nposoguTcs petect. JuddepeHumnanbHyto
AMarHocTUKYy W rOPMOHO3aMECTUTENbHYI0 Tepanuio
ocyulecTBNAeT Bpay-aHAOKpUHonor. MNoaTeBepxaato-
Lei [MarHOCTUKON ABNSILOTCS FOPMOHaNbHOe uccneno-
BaHWe U MONEKYNAPHO-TeHeTUYECKUe MeTOAbI UCCNefo-
BaHUsi C MOUCKOM MaTOreHHbIX BapuaHToB (MyTauuit) B
reHe CYP21A2. YacToTa knaccuyecknx hopm agpeHore-
HUTaNbHOr0 CUHAPOMA NO pesynbTaTaM HeoHaTasbHo-
ro ckpuHutra B PO coctaBnsiet 1:9638 (kone6nercs B
pasHbix pernoHax PO ot 1:6749 go 1:14 876) [5].

FanakTo3emus (HapyweHne o6MeHa ranakTo3sbl)
(koa no MKB-10 — E74.2 HapywieHne o6MeHa ranakTtosbl)

[anakTo3emus npepcraBnseT rpynny Hacnep-
CTBEHHbIX 3a60/ieBaHWii C ayTOCOMHO-peLeccuB-
HbIM TMMOM HacnefoBaHMA. B KpoBWM y HOBOPOX-
LEHHOrO OnpefensieTcs ypoBeHb 06LLEN ranakTo3bl.
MyTauun B Tpex reHax (GALT, GALK1, GALE) npu-
BOAAT K Aeduuuty pasHbix pepMeHToB (ranaktoso-
1-pocohaTtypuanntpaHcdepasa, ranakTokuHasa,
ypuauH-audocdart, ranakto3o-4-anumepasa) ¢ 6UoXu-
MWYECKUM NpPOSiBNEHUEM ranakTo3emMun. OCHOBHbIM
3aboneBaHWeM B POCCHIACKON nonmynsauuu aBnserca
ranaktosemus | Tuna ¢ aeduunToM ranakroso-1-
pocdatypuanuntpaHchepasbl. [pu 3HaYEHUN YPOBHS
06LWeN ranakTo3bl Bbille MOPOrOBOr0 NPOBOAUTCS
petecT. l1pu BbISIBIEHUN Y HOBOPOXAEHHOIO YPOBHS
o6Lweii ranakTosbl Bbiwe 15 Mr/an pekomeHayetcs
cpasy HasHauyeHue AUEeTbl W rocnuMTanusauus B cTa-
LIMOHap L0 MoNy4YeHuUs pesynbTaTa petecTa. B cnyyae
OTCYTCTBUS NleYeHMs Mpu Knaccuyeckon dopme ra-
naktosemuu | TMNa pa3BuBaeTCA NOpaxeHue NeyeHu
C NMPOrpeccupoBaHMEM B MEYEHOUHO-KJIETOUYHYIO He-
[OCTaTOYHOCTb, CEMNCUC C BOSMOXHbIM NeTanbHbIM
ncxonom. OCHOBOW MOXWU3HEHHOTO NEYEHUS CAYXMUT
9MIMMMHALMOHHAsA fMeTa — UCKIOYEHME ranakTo3oco-
AEpXalLnx NpoAYKTOB (Y HOBOPOXAEHHbIX — rpyfHOe
MOJIOKO W MONIOYHbIE CMECH, COAEpXKalLue ranaktosy/
nakTo3y). B KoMnnekc NoATBepPXAALOLE AMAarHoCTH-
KW BXOLMT OMpejenieHne ypoBHsa epMeHTa ranakroso-
1-pocdatypupuntpaHcdepasbl 1 MONEKYNSPHO-TEHE-
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TUYecKas ANarHoOCTHUKa C LieNibl0 NOMCKA NaTOreHHbIX
BapuaHToB (MyTauuit) B reHe GALT u ppyrux reuax,
accouuMpoBaHHbIX € ranaktosemueii. OueHb yacTo
He3HayuTeNbHOEe MOBbIWEHUE FanakTo3bl Y HOBOPOX-
LEHHOrO CBSI3aHO C NMOMUMOPQHbIMW BapuaHTaMu
B reHe GALT, korga akTUBHOCTb GepMeHTa MOXeT
CHMXaTbCA A0 25% HOPMbI, TaK HasblBaeMblii BapuaHT
[lyapte. Mpu BapunaHTe [lyapte B AUHAMUKe OTMeYaeT-
CAl CHUXKEHME YPOBHSA 06LLeii ranakTo3bl KPOBU U €ro
HopManusauus Ha GOoHe NoNyYyeHUs rPyLHOrO MOJO-
Ka/MOoJI04YHbIX CMecei. B page cnyyaeB npu BapuaHte
[lyapTe HasHayaeTcs fueTa C OrpaHuyeHuem noTpeod-
NIeHUs NaKTOo3bl 4O HOpPManu3auuu ypoBHA ranakrto-
3bl KPOBK. HabnogatoT naLuneHToB € ranakTosemuei
Bpaun-neanaTpbl, Bpaun-racTposIHTEPOSIOrk, Bpauu-re-
HeTukn. C 2023 r. 3a60p KPOBM Y LOHOLWIEHHbIX HOBO-
POXAEHHbIX OCyLlecTBAsIeTCS B nepBble 24-48 v, Kor-
[ia ranakTo3a MOXET eLle He HaKOMUTbCA B KPOBM [0
KPUTUYECKN 3HAYMMOro ypoBHS. lpu nofo3peHun no
KNIMHWYECKOI KapTMHE Ha ranakTo3eMuio y pe6eHka ¢
HOpMarbHbIM YPOBHEM ranakTo3bl no pesynbTaTy Heo-
HaTaNbHOr0 CKPUHWHra PEKOMEH[0BAHO MOBTOPUTb
uccnefoBaHue ranakTosbl Kpoeu. B PO no pesynbTaty
HeoHaTasbHOro CKPUHMHIa YacToTa ranakTo3emMuu co-
craenset 1:20 000 (c yyeTom BapuaHTa [lyapte) [6].

Dedunuut 6uoTuHnpasbl (kog no MKB-10 — E56.8
HepoctaToyHOCTb APYruX YTOYHEHHbIX BUTaMUHOB
rpynnbl B (aeduunt 6MoTMHNUAA3bI))

Nednunt 6MoTUHUAA3LI (AepUUUT 6MOTUH3ABUCH-
Moit kKap6oKCKNasbl) — HacNeACTBEHHOE 3ab0NeBaHMe C
ayTOCOMHO-PELLeCCMBHbBIM TUMOM HacnefoBaHus. Y Ho-
BOPOX/JEHHOr0 OMNpefensieTcs akTUBHOCTb GepmeHTa
6uoTMHMAA3bI. MoATBEPXKAAIOLLEl [MarHOCTUKOI ABNS-
eTcs onpeAeneHne akTUBHOCTH BUOTUHMAASLI B CbIBO-
pOTKe KPOBMU, MONIEKYNISAPHO-TEHETUYECKAs AMArHOCTUKa
C LeNnblo noucka NaToreHHbIX BapuaHTOB (MyTaLui)
B reHe BTD. OCHOBHble KAMHWYECKNE NPOSABIEHNA —
HEBPOJNIOrMYECKMe (CyAOpOry, Mbllu€YHas TUMOTOHMS,
3a/lepXKa NCUXOMOTOPHOTO PasBUTUA) U KOXHbIE (ce-
6opesi, aTONUYECKNIi AepMaTuT, BbiNageHue U niaoxon
POCT BOJIOC, KOHBbIOHKTUBHT). Mpyn OTCYTCTBUN CBOEBpE-
MEHHOr0 fleYeHuns y AeTel C 04eHb HU3KOI aKTUBHOCTbIO
(epmeHTa pa3BuBaeTcs HeobpaTumas rpybas 3afepxka
MCUXOPEYEBOro pa3BnTUA. [JOKIMHNYECKOE Ha3HAYeHMe
6M0TMHA (OCHOBHOI METOJ, MOXWU3HEHHOTO eYeHust)
CMoco6CTBYET HOPManbHOMY pa3BUTUIO pebeHka. Ya-
cToTa B Mupe coctaenset 1:40 000-1:60 000 [7].

BOAE3HU, BbIABAAEMBbIE B PAMKAX
PACLUMPEHHOIO HEOHATAABHOIO CKPUHUHIA

AmuHoauugonatumn (E70 HapyweHus o6MeHa apo-
MaTU4YecKMX aMUHOKUCIIOT)
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I'pynna HacnefcTBEHHbIX 3a60NeBaHUiA C ayTOCOMHO-
peLeccUBHbIM TUMOM HacnefoBaHus. MeTop, fuarHocTu-
K1 — TaHAeMHas Macc-criekTpoMeTpus (TMC-TexHonorus,
Mo3BONALLAA B OJHOM aHanuse OnpefensiTb KOHLEHT-
pauuu pasnnyHbIX MapKepoB 60MbLIOrO Yucna 3abone-
BaHWiA). KNMHNYECKN NPOTEKAKOT OT JIETKNX 0 TSKENbIX
(hopM, ¢ KNacCUYeCKMMN KIMHUYECKUMI NPOSIBNEHUSAMU
B HeOHaTasbHblI{, paHHWIA AeTCKWiA Nepuos.

FunepdenunanannHemmns (Knaccuyeckaa ¢exun-
KeTOHypHsi, ApPyrue BuablI runepdeHnnanaHuHeMum)
(kogbl no MKB-10 — E70.0 HapyweHus o6MeHa apoMa-
TUYECKMX aMUHOKMCIOT (heHunkeToHypus); E70.1 Apy-
rve BuAbl runeppeHunanannHeMuu (aeduumt cuHTesa
6uonTepuHa (TeTparuapobuonTepuHa), AeGpuunT peak-
TuBauuu 6uonTepuHa (TeTparuapobuonTepuHa)

B KpoBU Yy HOBOPOXAEHHOIO ONPEAeNstoT KOHLEHT-
paumio aMUHOKMCNOTbI — dheHunanaHuHa. lNpu 3Hayve-
HUW BbILLIE NOPOrOBOro NPOBOAUTCA peTecT. [loaTBepX-
Jalollas AnarHoCTMKa BK/YaeT B cebs onpegenexHue
MOBbILWEHHOr0 3HAYEHWUs YPOBHA (eHunanaHuHa w
COOTHOLWEeHNs heHnnanaHuH/TUPO3NH [0 Hayana aue-
TOTepanuu, MONEKYNSPHO-TEHETUYECKYH UAarHOCTUKY
C MOMCKOM NaTOreHHblX BapuaHToB (MyTaLuil) B reHe
PAH u reHax kodakTopa gepmeHTa heHnnanaHuHru-
apokcunasbl (PTS, QDRP, PCBD, GCHI, SPR, DNAJC12).
Camoii yacToii popmoit ABnseTcs Knaccuyeckas de-
HUNKeTOHypus (98% cnyyaeB) ¢ MyTauuUsIMU B reHe
PAH. TpoHuKas yepes remaTtoaHLedanmyeckuin 6apb-
ep npoaykTbl pacnaga GeHunanaHuHa oKasbiBaloT
TOKCHMYECKOE BNIUSHWE HA METaboIM3M KNeTOK rooB-
HOro MO3ra, NpMBOAS K YMCTBEHHON OTCTanoCcTu npu
OTCYTCTBUM neyeHus. OCHOBOW neyeHus Knaccuye-
CKOJ QEHNNTKETOHYPUN ABNSIETCS NOXU3HEHHAsA AneTa
C OrpaHuyeHuem noctynneHus beHunanaHuHa B cny-
yae, Korga ero ypoBeHb npesbiaet 360 MKMOb/ A,
M HasHayeHWEeM cneumanusmpoBaHHbIX NPOAYKTOB
neye6HOro NUTaHUs, He cogepxalmux heHnnanaHuH.
Mpu guarHocTuke Gopm geduunTa CMHTE3a U peak-
TUBaLMn 6uonTepuHa (TeTparmgpo6uonTepuHa) Ha-
3HayaeTca maToreHeTuyeckas MefMKaMeHTO3Has
Tepanus ¢ NPUMEHEHWEM CUHTETMYECKOro aHanora
TeTparngpo6uontepuHa (canponTepuH AUTMEPOXNIO-
PUA) W NpPEeALIEeCTBEHHUKOB CEPOTOHMHA (NpenapaTtbl
neBoZoNa B coyeTaHuu ¢ kap6ugonoii). MauneHtoB
¢ GeHUNKeTOHypuei HabnAaT NPenMyLLECTBEHHO
Bpaun-reHeTUKM, Bpauu-neguatpol. Yactota runep-
(beHnnanaHuHemun B PO no AaHHbIM HeOHaTanbHOro
CKpuHuHra coctaBnset 1:7000 (konebnetcs B pasHbix
pernoHax ot 1:4735 pgo 1:18 000) [8]. B mupe paspa-
6aTbIBAKOTCA U BHELPSIOTCA, B TOM yucne u B Poccuu,
HOBble METO[bl MeJMKaMeHTO3HOr0 IeYeHus Knaccu-
YecKoii GeHUNKETOHYpUN.
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TuposuHemus, Tun | (HapyweHnus ob6MeHa TUPO3u-
Ha) (kog no MKB-10 — E70.2 HapyweHus 06MeHa Tupo-
3uHa (TUpo3nNHEMMS)

B KpoBM Y HOBOPOXAEHHOrO ONPeaAenstoT KOHLEHT-
pauun TUPO3MHa U CYKLMHMNALETOHa. [pu YPOBHSIX CYK-
LMHMNALLETOHA U TUPO3KHA BblLLE NOPOroBbIX 3HAYEHWi
npoBoauTcsa petect. [1aTOrHOMOHWYHbIM ANS TUPO3K-
HeMuu | TMNa ABNAETCA NOBbILWEHWE YPOBHSA CYKLMHUI-
aleToHa. lMoBbILEHMe YPOBHA TMPO3MHA HabnoaaeTcs
Mpu Apyrux TMNax HacneiCcTBEHHOW TUPO3UHEMUH, rena-
TonaTuax Apyron aTnonorun. OCHOBHblE KNUHUYECKME
NpOSIBNEHUS — HapyleHne QYHKLWU NeYeHu, Novek,
HEBpOJIOrMYeckas CUMNTOMAaTUKa, PaxuTonofobHble
n3MeHeHus ckeneta. [NoaTBepxaatowas anarHocTuka
BKJIIOYAEeT B cebs onpegeneHune noBbILWEHHOrO 3Haye-
HUA YPOBHSA CYKLMHMNALLETOHA B KPOBU U MOYe, Mosle-
KYNSPHO-TEHETUYECKYO AMArHOCTUKY C MOMCKOM na-
TOTEeHHbIX BapuaHToB (MyTauuii) B reHe FAH. OcHOBOI
NneyeHns TUPOSMHEMUM | TUMa ABNAETCS NOXM3HEHHas
MeJMKaMeHTO3Has Tepanus npenapaTtoM HUTU3UHOH U
AMeTa ¢ orpaHuyeHnem noctynneHns GeHnnanaHuHa u
TUPO3MHA C Ha3HaYeHMEM CreLuanusmpoBaHHbIX Npo-
LYKTOB JIEYe6HOro NMUTaHUsI, He copepxalyux GpeHuna-
NaHWH W TUPO3NH. HabntofeHne ocyLlecTBAAIOT Bpay-
neawaTp, Bpay-reHeTuk. Yactota TposuHemuu | Tuna
B pas/iMyHbIx nonynsauusax koneénetca ot 1:100 000 go
1:120 000, B YeueHckoii Pecnybnuke — 1:16 020 [9].

NeiiynHo3 (6onesHb ¢ 3anaxoM KJEHOBOro cupona
Mouu (6onesHb «KneHoBoro cupona») (kog no MKb-10 —
E71.0 bonesHb «KIEHOBOTO CUpOMNa»)

B KpoBM Yy HOBOPOXAEHHOTO ONPEAENSIOT KOHLEHT-
pauuto neiuuHa (Leu/lle/Pro-OH- neituuH/usoneiiuny/
TMAPOKCUNPONUH; aMUHOKUCIOTbI B aHanuse He pas-
LEeNnaTCs, BbIXOAAT OAHUM MUKOM). Mpu 3HaYeHUH
neinuynHa Bbllle NOPOroBOro NPOBOAAT PETECT U UC-
cnefloBaHWe OpraHWYyecKux KMCNoT MOYM A0 Haya-
na tepanuu. Npun ypoBHe neiiynHa Bbiwe 600 MkM/n
peKOMeHAyeTcAa rocnuTanusauus U HasHauyeHue
HU3K06eNKoBOI AueTbl. MyTauun B reHax BCKDHA,
BCKDHB, DBT, DLDA, PPM1K npuBogAaT K gebuuuty
JernaporeHasbl KeTOKUCNOT C pasBeTBNEHHOI Le-
nbto (MynbTUhEPMEHTHbIA KOMMEKC), YTO COMpo-
BOXJAeTcA HapyleHneM o6MeHa U HaKoMaeHWeMm
aMUHOKMCNOT neiiunHa, W30nenunHa, BanmHa nm ux
NpousBOAHbIX. MoATBEPXKAAIOW AN AMAarHOCTMKA —
MOBbILLIEHME YPOBHEN NeiunHa, n3oneiLnHa, BanumHa
B KPOBW; MOBblIIEHUE 2-0KCO-U30KAaNpPOHOBOM, 2-Tu-
JAPOKCH-N30KanpOHOBOMN, 2-0KCO-3-MeTUBanepuaHoBOM,
2-0KC0-M30BanepmaHoBoii, 2-ruapoKcunu3oBanepma-
HOBOW, 2-TMApPOKCU-3-MeTUNBaNepmaHoOBOW KUCIOT B
MOYe; MOMEKyNSPHO-TeHeTUYEeCKas AUarHoCTUKa C Bbl-
AIBJIEHWEM MaTOreHHbIX BapumaHTOB B reHax BCKDHA,
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BCKDHB, DBT, DLDA, PPM1K. OCHOBHbIM KNTMHUYECKUM
MposiBNIEHUEM NPU KNACCUYECKOM TEYEHUMN NeNLMHO3a
ABNSETCA KapTMHA B BMAE OCTPOIl MnafeH4YecKoii
aHuedanonatum (reHepannsoBaHHbIE CYAOPOTH,
rMnepeo3byAUMOCTb, TMNEPTOHYC, CMEHsoWMecs
BAMOCTbO, MbIWEYHON TUNOTOHUENH, YyrHETeHUeM
CO3HaHMSA BNOTb 10 KOMbl) C BO3MOXHbIM JIeTafIbHbIM
ncxonom. OcHoBa neyeHuss — aueTta C orpaHUYeHnem
MOCTYNJIEHNA NPOAYKTOB, 6oraTbiX JIEALMHOM, N30Jeit-
LLMHOM, BaZIMHOM U HasHauyeHue NpoLYKTOB cneuuanu-
3MPOBAHHOr0 NeYyebHOro MUTAHMUSA, HE COAepXaLLynX
nenuuH, n3onenunH, BanuH. MefmkameHTo3Has Tepa-
MuA BKJIOYaeT Ha3HaueHMA NeBOKapHUTUHA, TMaMUHa.
B cnyyae pasBuTUA METabO/IMYECKOro Kpu3a Mnoka-
3aHa rocnutannsauus. HabnogeHue ocylwecTBASIOT
Bpay-negmaTp, Bpay-HEBPOOr, Bpay-reHeTuK. YacTo-
Ta B Mupe coctasnseT 1:185 000 [10].

FomouucTUHYpHA (HapyLieHns o6MeHa cepocogep-
Xawux amuHokucnot) (kog no MKB-10 — E72.1 Hapy-
WeHUs o6MeHa cepocoepXalmx aMMHOKUCNOT (ro-
MOLUCTUHYPHUA))

B KpoBM Yy HOBOPOXAEHHOIO ONPEeAENsAOT KOHLEHT-
pauuo METUOHUHA.

1. CKPUHMHT B OCHOBHOM HaLe/lIeH Ha LUarHOCTUKY
Knaccuyeckoit Gopmbl FOMOLMCTUHYPUM, aCCOLMUPO-
BaHHOM C HEeJOCTAaTOYHOCTbIO (PepMeHTa LuCTaTUOH-
B-cuHTa3sbl. biok GepmeHTa Ha ypoBHe AaNibHEMLWEro
MeTab6o/M3Ma roMoLMCTENHA NPUBOLMUT K €ro Hakon-
NEeHNI0, a COOTBETCTBEHHO, HAKOMNEHUIO METUOHMHA
Kak npeflecTBeHHMKA. [pn ypoBHE METUOHUHA BbiLLE
MOPOroBOro 3HaYeHWs NpPoBOAAT peTecT. MoaTBEpXAa-
folas AMarHocTuka — onpefeneHune BbICOKMX YPOBHEN
METUOHMUHA U TOMOLUCTENHA B NNa3Me KpoBm (B Moye —
FOMOLMCTUHA), MONEKYNSAPHO-TEHETUYECKAS AUArHOCTU-
Ka C BbISIBJIEHWEM NaTOreHHbIX BapuaHToB (MyTaLuii)
B reHe CBS. OCHOBHble NposiBieHU — YMCTBEHHas OT-
CTaNoOCTb C KNAMHMYECKUMU MPU3HaKaMu Aucnnasuu
COeJMHUTENbHOI TKaHM C BbICOKOPOC/IOCTbI), TPOM6O-
aM60/mMelt M KapAnoBacKynspHoM natonoruei. JleyueHue
BKJIHOYaEeT HadHayeHue AMeTbl C OrpaHMYeHneM ynoTpeo-
NEeHUs NPOJYKTOB, 60raTbix METUOHWUHOM, W MONYyYeHMe
cneLuanmM3MpoBaHHOro NPoAyKTa ieyebHOro NUTaHKs,
He COAepXallero MeTUoHMH. MpobHoe neyeHne NUpK-
[OKCUHOM MO03BOJISIET ONnpefenntb Bg-3aBucumyto un
B¢-pesncTeHTHyto Gpopmy roMoLUCTUHYPUM C NOCTeayHo-
MM NeyeHneM NMpPUMAOKCUHOM Npu B¢-3aBucumoit gop-
Me FOMOLMCTUHYpUN. TOBbIWEHe METUOHWUHA B KPOBY
onpeaenseTca Takxe npu 3a6os1eBaHUsIX NeYEHN U Apy-
WX HaCNeLCTBEHHbIX 3a00IeBAHUSAX.

2. Mpun onpefeneHnn ypoBHA METUOHUHA Y HOBO-
POXAEHHOr0 HUXe NOPOroBOro 3HaYeHMs NPOBOAAT
petecT. [1pn coxpaHeHUU YPOBHS METUOHWHA HUXKe
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NOpOroBoro TpebyeTcs UCKOUYNTb HAcNeLCTBEHHbIE
COCTOSIHWA, accoLuupoBaHHble Kak ¢ aebuyutom
mMeTuneHTeTparnapodonatpesykrasol (MTHFR), Tak
W C HapylweHusMu o6MeHa KobanamuHa (B TMC Tak-
Xe noBbllweH ypoBeHb C3 (MPOMMOHWUNKAPHUTMH),
0TMEeYaeTCs MOBbIWEHWE YPOBHA METWIMANIOHOBOIA
KUCNOTbl B Moue). MyTauuu B reHe MTHFR npuBoasT
K pebuuuty metuneHtetparugpodonatpesykTasbl,
yyacTByHoLleil B nepexoae (peMeTUNNpPoBaHNin) romo-
LMCTENHA B METMOHMH, BOSHMKAET HEJOCTAaTOYHOCTb
MeTWoHMHA. OCHOBHaAs KNMHMYeCKas KapTUHA — Mbl-
WweyHas TMNOTOHMA, 3afepxKa NCUXOMOTOPHOrO
pa3BUTUA, HEBPONOrMYECKME pPaccTpoicTBa, MUKPO-
uedanus, MmeranobnactHas aHemus (npu psae dopm
HapylleHus o6MeHa ko6anamuHa). MoaTeepxatoLyas
ANarHocTMka GopM roMOLUCTUHYPUN C HApYLIEHNEM
peMeTUIMPOBAHNUS TOMOLUCTEMHA — ONpeaeneHue
YPOBHA rOMOLUCTEMHA KPOBM, MOYM, UCCNef0BaHMne
OpraHUYyeckux KUCNOT MOYW, MONEKYNSAPHO-TEHETH-
yeckasi AMarHoCTMKa C aHanu3oM reHoB, accoLumpo-
BaHHbIX C HEKNnaccuyeckoit romounucTuHypuein (MTR,
MTRR, MMADHC, PRDX1, LMBRD1, ABCD4). OcHoBoii
MeLNKaMEHTO3HON Tepanun ABNAeTCA Ha3HayeHue
6eTanHa, KOTOPbIii CNOCOGCTBYET CHUXEHUIO YPOBHS
roMouucTenHa nyteM 06paTHOrO MpeBpaLieHns ero
B METUOHMH U AUMETUNTNIULWH C NOCNEAYIOWMM pac-
nagom. betamH HasHayaeTcs W NpuU Knaccuyeckom
hopme romouucTUHypuu. B page cnyyaes y feTen c
rOMOLUCTUHYPUEN KaK KNacCUYECKON, Tak U C HapyLue-
HMEM METUNNPOBAHUS MO Pe3yNbTaTy HeOHATaNbHOro
CKPWUHMHTA, YPOBEHb METUOHMHA B HOPME, NO3TOMY
MpK XapaKTepHOW KJIMHMYECKOW KapTuHe TpebyeTtcs
uccnepoBaHue romouuctenHa kposu. HabnwopatoT
AeTeil Bpay-nefmatp, Bpay-HEBPONOr, Bpay-reHeTuK.
YacToTa Knaccmyeckoit roMOLUCTUHYPUM B MUPE CO-
craenset 1:100 000-1:200 000 [11].

Lutpynnusemus, Tun | (HapyweHus o6mMeHa uukna
MoueBuHbI) (kog no MKB-10 — E72.2 HapyweHus 06-
MEHa LMKa MoYeBUHbI (LUTPYNAMHeMUs, TuUn )

B KpOBM Yy HOBOPOXAEHHOTO ONPefensioT KOH-
LeHTpauuto uutpynnuHa. Mpu ypoBHE LMTPYNNUHA
BbllUE NMOPOroBOro 3Ha4YeHWs NMPOBOAUTCA PeTecT M
nccnefoBaHWe opraHMyeckux KUCIoT MOYN A0 Hava-
na Tepanuu. Mpu NOBbILWEHHOM 3HaYEHUN LMTPYN/NHA
(>80 MkMoOnb/n) Ha3HayaeTcs HU3KOGeNKoBas Aneta
1 peKoMeHAayeTca rocnutanusayus. HepoctaTtoyHoCTb
(hepmeHTa aprHUHCYKLMHAT-CUHTETA3bl, Y4aCTBYHOLLEro
B LMKJIe 06Pa30BaHNs MOYEBMHbI, NPUBOAMT K runepam-
MOHMEMUU C KITMHUYECKOI KapTUHOIA OCTPON dHLedano-
naTuM Nocne HanMyus Nepuoja «CBETNOr0 NPOMEXYT-
Ka», BbICTPbIM NPOrpeccupoBaHNeM HEBPOIOrUYECKUX
HapyLLeHWiA BNOTb JO pasBUTUA HEOHATANbHOI KOMbI,
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0TeKa roNoBHOr0 MO3ra C BO3MOXHbIM NleTanbHbIM
ucxopom. MopTeepxpatollas AMarHocTMKa — NoBbl-
LIeHMe YPOBHS LUTPYNNIMHA, UCCNe0BaHNe YPOBHSA aM-
Muaka (runepamMMOHKUEMHUS), UCCNIEA0BAHUE OpraHnye-
CKMX KUCNOT MOYM (MOBbILEHA 3KCKpeLus OpoTOBOIA
KWUCNOTbI), MONEKYNSIPHO-TeHETUYECKas ANarHoOCTHKa ¢
BbISIB/IEHWEM NATOreHHbIX BapUaHTOB (MyTaLuit) B reHe
ASS. JleyeHne — HU3KO6ENKOBas AWeTa, NOLAEPKaHNe
KanopuitHOCTU NUTaHUS, BBEEHUE BUTAMUHOB U MU-
HepanbHbIX BELECTB CO CMeLnanu3npoBaHHbIMU Npo-
JYKTamm neye6HOro NuTaHus, HasHayeHue L-apruiuHa
¥ NpenapaToB, CHUXAKLWMX YPOBEHb aMMUaKa KpOBMU.
MpuMeHsoTCA 3KCTpakopnopasbHble MeTOAbl AeTOK-
CMKaLMW 1 TpaHCMAaHTaumMsa neyeHu. Yacrtota B Mupe
coctasnset 1-9:100 000 [1, 12].

ApruHuHAHTapHas auuaypusa (apruHUHCYKUM-
HaTNKMa3Has HefocTaToyHocTb) (kog no MKB-10 —
E72.2 HapyweHus o6MeHa Lukna MoyeBUHbl (apru-
HUHCYKLMHATIMa3Has HeA0CTaTOYHOCTb))

B KpoBW y HOBOPOXAEHHOrO ONPEeAeNsitoT KOHLEHT-
paLuu apruHUHCYKLMHOBOIA KucnoTbl (Asa). Mpu ypos-
He BblLLEe MOPOroBOro 3HaYeHNsi NPOBOLMTCSA PETECT U
uccnefoBaHNe OpraHUuYecKnx KMCNoT Mouu [0 Hava-
na Tepanuu. lMpu koHueHTpauum Asa >1,5 MKMOJIb/N
pEeKOMEHJ0BAHO Ha3HAYeHMe HU3KOOEeNKOBOI JMEThI
W rocnutanusauus. HegoctatouHocTb hepMeHTa ap-
TMHWUHCYKLMHATANA3bl, Y4acTBYIOWEro B LuKie obpa-
30BaHNsi MOYEBUHbI MpW OCTPOi GopMme, MPUBOAUT K
rMnepaMMOHMEMUMN C KNUHWYECKO KapTUHOW OCTPOiA
3HUedanonaTum nNocne Hanuyms Nepuoga «CBeTaoro
MPOMEXYyTKa», 6bICTPbIM MPOrpeccMpoBaHNEM HEBPO-
NOTUYECKMX HapyLLeHUA BNNOTb A0 Pa3BUTMS HEOHa-
TaNbHOI KOMbI, 0TEKa rofI0BHOr0 MO3ra C BO3SMOXHbIM
netanbHbIM ucxogoM. lMoagTeepxpatowan anarHocTu-
Ka — MOBbILIEHNE YPOBHA aprMHUHCYKLMHOBOW KUC-
NOTbl M LUTPYNANHA B KPOBU, UCCNEAOBAHME YPOBHA
amMMuaka (runepaMMoHMeMUst), UCCIel0BaHME opra-
HUYECKMX KMCNOT MOuM (NOBbILEHA SKCKPeLns apru-
HUHSIHTApPHON KMCNOTbI), MONEKYNAPHO-TEHeTUYecKas
JMarHocTuka C BbISIBJIEHWEM MaTOreHHbIX BapuaHTOB
(MyTaumii) B reHe ASL. JleyeHne — aHanoruyHoe Tepa-
nUW Npu LUTpynAuHemuu, Tun |. Yactota B Mupe co-
crasnset 1:70 000-1:91 000 [1, 12].

ApruHuHemus (HapyweHus o6MeHa LMKna Move-
BUHbI) (Kog no MKB-10 — E72.2 HapyweHus o6MeHa
LMK/1a MOYEBMHbI (apriuHasHas He0CTaTOYHOCTb))

B KpoBU Yy HOBOPOXAEHHOIO ONPeAeNstoT KOHLeHT-
paumto apruHuHa. MNpu ypoBHe apruHuHa Bbille NOpo-
rOBOro 3Ha4YeHWsi NPOBOAATCS PETECT M UCCNIef0BaHMe
OpraHWyYecKkmnx KUCnoT MoYmM [0 Hayana Tepanuu. He-
LOCTaTOYHOCTb GepMeHTa aprHasbl, y4acTBYHOLLEr0
B LMKIe 06pa3oBaHNs MOYEBMHbI, NPUBOANT K runep-
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aMMOHUEMUU C KJIMHUYECKMMU NPOSIBIEHUSMU PBO-
Tbl, aHOpPEKCMK, BECNOKOIWCTBA, Nlaya y MNajeHLeB.
OcTpas sHuedanonaTma BCTpeyaeTcs pexe. B crap-
LeM BO3pacTe OTMeYaeTCs 3aJepXKa NCMXopeyeBoro
pasBUTUSA, aNuencus, HeBpoaornieckass CUMNToMa-
Tuka. MoaTBepxXAatoLLas AMarHoCcTKa — MOBbILIEHNE
YPOBHSI apr1HUHA B KPOBU, UCCNElOBaHNE OpraHnye-
CKMX KNCNOT MOYM (NOBbILIEHA 9KCKPeLUs OPOTOBOW
KWUCNOTbl — 4acTo), MONEKY/SPHO-TeHeTUYecKas aua-
FHOCTMKA C MOWCKOM NaToOreHHblX BapuaHToB (MyTa-
Luii) B reHe ARGT. JledeHne — HU3KO6EKOBas AneTa C
HE3HAYMTENIbHbIM COZlepPXXaHNEM aprUHUHA, Mo AepXxa-
HWe KanopuitHOCTW NUTAHUSA, BATAMUHOB 1 MUHepasib-
HbIX BELLECTB CO CMeLnanm3MpoBaHHbIMU NPOAYKTaMM
nevye6HOro NUTaHUs, Ha3HaYeHMe NPEnapaToB, CHUXaA-
IOLMX YPOBEHb aMMMaKa KpoBM MpW rMnepammoHme-
Muu. YacTtoTa B Mupe coctasnset 1:353 000 [1, 12].

OpraHuueckue auuaypuu
OpraHuyeckue auuaypum — rpynna HacneicTBeH-
HbIX 3ab0neBaHNii C ayTOCOMHO-PELECCUBHBIM TUMOM
HacnepgoBaHusa. Metog amarHoctuku — TMC. ns Bbl-
SIBJIEHUS OpPraHMYecKnx aumpemuit (aumaypuii) onpe-
LensitoT KOHLEeHTpaLun aunnkapHUTHoB. BenepncTeue
MyTaLuii B reHax BO3HMKaeT 610K epMeHTa C Hakonne-
HUEM OpraHWYecKMX CoefMHEHW A N UX NMPOU3BOLHbIX,
06/1aatoLLMX TOKCMYECKUM JeCTBUEM HAa METAb0N3M
KNETOK, LLeHTPanbHO HEPBHON CUCTEMbI, MEYEHU U ApY-
rmx opraHoB. [pepbiBaeTca 6MOXMMUYECKas LIenoyKa co
CHWXEHMeM 06pa30BaHMs NOCNefyoWMX METab0NNTOB,
YYaCTBYHOLLMX B XXM3HEHHO BaXHbIX MpoLeccax opra-
HU3Ma, HanpuMep, rMIOKOHeOreHe3a. XapakTepusylTcs
pasHbIMM Cpokamu MaHudecTauum ¢ Hambonee Txe-
NbIM TEYEHWEM B HEOHaTaNbHbI NepUog.
Nponuonosas aumpemua (kog no MKB-10 —
E71.1 [ipyrve Buabl HapyLeHuii 06MeHa aMMHOKMCAOT C
pa3BEeTB/IEHHOI Lienbto (NponuoHoBas auuaemus)) [13]
MeTtunmanouoBas auupemus (kop no MKB-10 —
E71.1 [pyrve BuAbl HapylleHWii 06MeHa aMUHOKMCIOT
C pa3BeTB/IEHHOIA Lienblo (MeTUAIManoHoBas aunaemus/
aunaypus (neduunt MeTuAManoHun KoA-mytasbl)); Me-
TUNIManoHoBas aunaemus (Hef0CTaTOYHOCTb Kobanamu-
Ha A); MeTU/IManoHoBas auuaemmus (HefoCTaToOYHOCTb
Ko6anamuHa B); MeTunManoHoBas aunaemus (aepuuut
meTunmanouun KoA-anumepasbl); MeTUIMaNOHOBast
aunaemmsi (HeAOCTaTOYHOCTb KobanamuHa D); MeTunMa-
NOHOBas aumaemus (HeAoCTaTOYHOCTb KobanamuHa C).
B KpoBM Yy HOBOPOXAEHHOTO ONPEAENSOT KOHLEHT-
pauuto C3 (NponMOHNUIKAPHUTUH) U COOTHOLEHNe C3/
C2. lMpwu ux ypoBHSAX Bbllle NOPOroBOro 3Ha4yeHus npo-
BoauTcs petecT. JuddepeHunanbHas 1 NOATBEPX-
Jatolas gumarHocTuka nponuoHOBOW, METUAMANoHo-
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BOW aLMAeMWii U HapylLeHWii cuHTe3a KobanaMUHOB
(coyeTaHue MeTMNIMaNOHOBON auMAEMUN C Heknac-
CHUYECKOI roMOLMCTUHYpUEN) ocyllecTBASeTCa Npu
aHanM3e OpraHUYeckux KUCNoT moun (yBenmyeHue
9KCKpeLun nponnoHOBOW NN METUIMANOHOBOI Kuc-
NOT COOTBETCTBEHHO, a TakXe 3-rmgpoKCcMnponuno-
HOBOM, 3-TMAPOKCU-N-BaiepuaHoBOn KUCNOT, Me-
TUALKUTPaTa), UCCNEeA0BaHUM FOMOLMCTEMHA KPOBM,
MOYU, MONEKYNSAPHO-TEHETUYECKOI AMAarHOCTUKE C
NOMCKOM NaTOreHHblX BapMaHTOB (MyTaLMii) B reHax
PCCA, PCCB, MCEE, MMAA, MMAB, MMACHC, MMADHC,
PRDX1, LMBRD1, ABCD4, CD320. He3sHauutenbHoe
noebiweHne C3 MOXeT 6bITb CBSI3aHO C fedULUTOM
BUTaMuHa B,,. KnuHnyecku auuemnu npossnaioTca
npo6aeMaMu co BCKapMaUBaHWEM, MbllLEYHOI rumo-
TOHMel, 3aJepPXXKO NCUXOMOTOPHOrO pasBUTUA, Me-
TabONUYECKUMU KPU3aMU C BO3MOXHbIM JIETaNIbHbIM
ncxogom. OcHoBa neveHust (KpoMe HefoCTaTOYHOCTH
ko6anamuHoB C u D) — Hu3Ko6enkoBas gueTa c nony-
UEHWEM Cneunannm3npoBaHHbIX NPOLYKTOB Sie4e6HOro
MUTaHKSA, He COLepXaLLnX U30NEALMH, BaJIMH, TDEOHWH,
METUOHWH. HasHayaeTcs KapHUTWH, METPOHMAA30n,
npenaparbl, CHUXalLWne ypoBeHb aMMuaka, no no-
KasaHuAM 6UOTMH, BUTaMuH B,,. Mpn HepgocTaTouHo-
CTu K06anaMUHOB Ha3HayaeTcs npenapart B, B fo3e
1-5 Mmr/cyT (ruapokcukob6anamuH, afeHo3unKobana-
MUH); @ Takxe 6eTauH, Gonuesas KUCNOTa NpuU HefJo-
cTaToyHOCTU Kob6anamuHoB C 1 D. MNMauneHToB Habnto-
JaloT Bpauy-nefuatp, Bpay-HeBPOOr, Bpay-reHeTuK.
YacToTa MeTMIManoHoBoii auugemun B Mupe 1:50 000,
nponuoHoBoit auuaemun — 1:350 000 [14].
N3oBanepuaHoBas auupemus (kog no MKb-10 —
E71.1 Opyrue BUAbI HapyLweHNi i 06MeHa aMUHOKUCNOT C
pa3BeTBJIEHHON Lienbto (M30BanepuaHoBas aunaemMms))
B KpoBM Yy HOBOPOXXAEHHOIO ONpeAensieTca KOHLEH-
Tpaumsa C5 (n3oBanepunkapHUTUH). Mpu 3HayeHun C5
BbILLEe MOPOroBOro NPOBOAATCS PETeCcT M UccnepoBa-
HUe OpraHWYecknx KMCOT MOYM A0 Hayana Tepanuu.
MoaTBepxpatowad AmarHocTuka — uccrefoBaHue
OpraHUYecKux KUCNoT Mouu (MoBbiLIEHNE N30BaNepua-
HOBOM, 3-TMAPOKCUM30BaNEPMHOBON KUC/OT, U30Basne-
PUNTIULMHA), MOSIEKYNIAPHO-TEHETUYECKAS IUarHOCTH-
Ka C BbISIBJIEHUEM NATOTEHHbIX BapMaHTOB (MyTaLuii) B
reHe IVD. KnuHnyecku npotekaet oT 6eCCMMNTOMHOIA
A0 TAXenoii popMbl C KAPTUHOI OCTPOI MNaeHYeCKOM
aHUedanonaTum ¢ TSHXENbIM KETOaLUA030M C BO3MOX-
HbIM NeTasbHbIM UCXOL0M. XapaKTepeH HeobblYHbIN
3anax Mo4M TUna «nOTHbIX HOM». OCHOBA NleYeHust —
HU3KO6EeNKOBas AWETa C NOJyYeHUEM CreLuanu3npo-
BaHHbIX MPOLYKTOB /Ie4e6HOro NUTaHMs, He COepXa-
WKX neiiunH. HasHayaeTca NeBOKAPHUTUH, FINLKH,
npenapaTbl, CHUXatoLMe ypoBeHb aMMuaka. Kynupo-
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BaHMe MeTabonMyeckoro Kpusa. 3TUM naLuueHTam He
Ha3HayaloTCs npenapaThbl, Cofepxalime 6eH30MHYH U
CanmuMIOBYIO KUCNOTbI U3-38 KOHKYPEHLUK C n3oBase-
pun-KoA 3a KOHbIOraumio ¢ rauuuHom. [eteii Habnto-
AaloT Bpay-negmatp, Bpay-HEBPOOr, Bpay-reHeTuK.
YacToTa B Mupe cocTasnisiet 1:60 000-1:150 000 [15].
3-ruapoKcu-3-meTUNrnyTapoBas HepocTaTou-
HocTb (koa no MKB-10 — E71.1 [lpyrue BUAbI Hapylue-
HWiIt 06MeHa aMUHOKWUCIOT C PasBETBJIEHHOW LENbHo
(3-rmppokcu-3-meTunrnyTapoBas HeJ0CTaTOYHOCTD))

B KpoBU Yy HOBOPOXAEHHOIO ONpefenstoT KOHLEHT-
pauuto C,OH (3-ruppokcu-usoBanepunkapHUTUH).
3Havyenne C;0OH Bbilwe nOpPoOrosoro ormeyaercs
TaKXe NpuM HeJOCTaTOYHOCTM OGUOTUHWAA3LI W He-
LOCTaTOYHOCTM CMHTEeTasbl rofnokapbokcunas, Ae-
buumte 3-meTunkpotoHun-KoA-kap6okcunasbl. Oug-
(epeHUnanbHas u NOATBepXJawolas LuMarHoCTUKa
BK/IOYaeT ONpeeneHne akTUBHOCTH BUOTUHMAASDI, UC-
CNefioBaHMe OpraHNYeckux KUCNOT Mouu (NoBbIWEHME
3-TMApPOKCK-3-MeTUNrNyTapoBoM, 3-METUrNyTapoBoil,
3-MeTuNrnyTakoHoBOW, 3-T’MAPOKCMN30BaNepraHoBoNn,
3-MeTUNrAYTapUATrNNLMHA, METU-KPOTOHUATULMHA),
MOJIEKYNSAPHO-TEHETUYECKYIO JMAarHOCTUKY C MOMCKOM
naToreHHbIX BapuaHToB (MyTauuii) B reHe HMGCL. Knu-
HUYECKM XapaKTepHa HeBpoforuyeckas cCMMNToMaTu-
Ka, MeTabonnyeckmne Kpuabl (METa6ONMYECKUIA aLna03,
rMnokeToTUYeckas runornukemus), Peiie-nofo6Hoe
coctosiHue. OCHOBa NeYyeHnss — HU3KOBeNKoBas LueTa,
NPOAYKTbI Ne4e6GHOr0 NUTaHWS, He CofepXKalLne NeiiLuH.
OrpaHuyeHue noTpebneHus XupoBs. HasHayeHue KapHu-
THa. KynupoBaHue MeTabonnyeckoro kpusa. Mauyuen-
TOB HabnoaalT Bpay-neguaTp, Bpay-HEBPOOr, Bpau-
reHeTuK. YacTtoTa B Mupe cocTasnsieT 1:1 000 000 [16).

beTa-KeToTMONa3Has HefOCTAaTOMHOCTb (KOA MO
MKB-10 — E71.1 [lpyrne BuAbl HapyleHnii o6MeHa
aMUHOKNCNOT C pa3BeTBNIEHHOI Lienbto (6eTa-KeToTu-
0/1a3Has Hel0CTaTOYHOCTb))

B KpoBW Yy HOBOPOXAEHHOrO ONPeAeNsitoT KOHLEHT-
pauun C5:1 (Turnunkapuutun) n C,0H (3-rupapokcu-
n3oBanepunkapHutuH). Mpu 3HayeHun C5:1 Bblwe
noporoBoro nNpoBoANUTCA petecT. MofTBEpPXKAaOLW as
AnarHocTuka Bkntoyaet: nosbiweHue C5:1, C;0H B kpo-
BU, UCCNEL0BAHNE OPraHNYecKux KUCNoT Moyu (NoBbl-
WeHne TUFANATINLNHA, 2-MeTUn-3-rnapoKcnbyTupara
W 2-meTunaueToaueTata), MONEKyISPHO-TEHETHYe-
CKYIO IMarHocTuky — nouck mytauuit B reHe ACATT.
XapakTepHbl aNn30Abl KeToaunao3a, NpoBoLupyeMble
rofiofaHneM, CTPeccoM, MHTEPKYPPEHTHbIMU 3abone-
BaHMAMM. KNMHUYECKN OTMEYalTCA PBOTa, MbllleyHas
TMNOTOHUS, OfbIILKA, CYAOPOrk, YyrHETEHNE CO3HaHUS,
3a/lepXKa NMCMXOMOTOPHOIO pas3BUTUSA, [BUraTesbHblE
HapyweHusi. OCHOBa NeyeHns — HU3KOGENKOBas AMeTa,
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OrpaHuyeHne NoTpebaeHMs XNUPOB; YacTblid NPUEM NNLLK;
yBeNMYyeHue NoTpebneHns yrneBofoB; Ha3HaueHne Kap-
HUTMHA Npu Aeduunte cBo6OAHOrO KapHuTUHa (CO).
[eteit HabntofatoT Bpay-neguatp, Bpay-HeBPOOr, Bpay-
reHeTuK. Yactora B Mupe cocTasnset 1:1 000 000 [1, 14].

Fnytapoeas auugemus, Tun | (kog no MKB-10 —
E72.3 HapyweHus o6MeHa NM3nHa U ruipoKCHUIM3nHa
(rnyTapoBas auuaemus, Tun | ))

B kpoBw onpefenstoT KoHueHTpauuo C5DC (rnyTa-
punkapHUTHH). Mpu 3HayeHnn C5DC Bbilwe Noporogo-
ro NMpoBOAATCA PETecT W UCcNefoBaHne OpraHNYecKnx
KUCNOT MOYN A0 Havana Tepanuu. MNoaTBepxpatoLas
JAMarHocTMKa — UCCief0BaHne opraHNYyeckux Kucnot
MOuM (MOBbILIEHNE FNYTapOBOA, 3-rMAPOKCUTNYTapOBO
KWCNOT), MONEKYNIAPHO-FEHETUYECKAA ANArHOCTUKA C
BbISIBNIEHNEM NATOreHHbIX BapMaHTOB (MyTaLMit) B reHe
GCDH. KnuHnyeckn xapakTepHbl Makpouedanus, sHue-
(bannTonofo6HbIN KpKU3, HEBPOMOrMYyeckas CUMNTOMa-
TWKa, CNacTUKO-TUNEePKMHETUYECKas KapTuHa AeTcKoro
LepebpanbHoro napanuya. OCHOBa NneyeHus — pueta
C OrpaHWyeHWeM ynotpebneHus npoayKToB, 6oraTbix
NN3NHOM 1 TpunTohaHoM, NONyYeHme cneyuannuampo-
BaHHbIX NPOLYKTOB NeYe6HOro NUTaHuUs, He COAepXa-
wmx nusuH, TpuntodaH. HasHaueHne neBOKapHUTHA.
MauneHTOB HabnAAlOT Bpay-neAnaTp, Bpay-HeBpoOIOr,
Bpay-reHeTUK. B 5% cnyyaeB npu Hanuuuu y pebeHka
rnyTapoBoii aunaypuu | Tuna KoHueHTpaums C5DC no
pesynbTaTy HeoHaTanbHOrO CKPUHMHIa B HOpME, Mo-
9TOMY NpW KAWHMYECKOM NOJO3PEHMM Ha 3aboneBa-
HWe NPOBOJMTCA UCCNeLOBaHUe OPraHUYecKUx KUCnoT
MOYM, MONEKYNAPHO-TeHETMYECKan fuarHocTuka. lo-
BbllweHne C5DC oTMeyaeTcsa npu rayTapoBoW auuaypuu
[l Tuna, 3aboneBaHmax noyek. Yactota B cTpaHax 3a-
nagHoii EBponbl coctaBnset 1:30 000-1:100 000. B P®
yacToTa 3a6oneBaHusa He onpeenexa [17], npu npose-
AeHnu PHC 6ypeT yTouHeHa.

HepocTaTouHocTb CHMHTETa3bl ronokapbokcunas
(6MOTMH-YyBCTBUTENbHAA MHOXXECTBEHHas Kap6okcHu-
nasHas HegocTaTouHocTb) (koa no MKB-10 — E56.8 He-
JOCTaTOYHOCTb APYrUX YTOYHEHHbIX BUTAMUHOB pyn-
nbl B (HEAOCTATOYHOCTb CUHTETA3bI FrONIOKap6oKCHIas))

B kpoBM onpeaenstoT KoHueHTpauuto C;0H (3-ruapo-
KCu-u3oBanepunkapHuTuH). 3Hayenne C,OH Bbiwe
MOpOroBOro OTMeYaeTCs TakXe MNpuM HepfocTaTou-
HOCTU GMOTUHWUAA3bI W APYrUX HapylleHusx 06MeHa
BewecTB. [uddepeHuynanpHas n NoATBEPXAAKOLLAS
JAWarHocTuka BK/tOYaeT: onpefeneHne akTUBHOCTY
OMOTMHMIA3bI, UCCIEA0BAHME OPraHUYeCcKUX KUCNoT
mMouu (noBblleHUe B-rMAPOKCUU30BANEPUAHOBOIA,
B-rmapoKcUNponMoHoOBOM, (yMapoBOR, 2-KeTornyTa-
pOBOI KUCNOT, 3-METUNKPOTOHUATILMHA, METUALMT-
paTta, TUFUATAULWHA), MONEKYNAPHO-TeHeTUYECKas
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JAMarHocTuka C BbISiIBJIeHWEM MaTOreHHbIX BapuaHTOB
(MyTaumit) B reHe HLCS. KnuHuyecku xapaKTepHbl
HEeBPOIOTNYECKNEe NPOsIBNEHNS (CYA0POrM, MbllIeYHas!
TUMOTOHUS, YTHETEHNE CO3HAHMS), 3aJiepXKa NCUXOMO-
TOPHOrO Pa3BUTUS, AEPMATHUT, METAB0NNYECKNIi LN 03.
OcHOBHOE NneyeHne — HasHayeHne BUOTUHa, NeBOKapHU-
TWHa, KOppeKLns MeTabonnyeckoro auuaosa. Yacrora
B mupe cocTasnset 1:200 000. YacToTa BCTpeYaemMocCTu
B PO B HacToAwee BpeMs He ycTaHoBneHa [1, 7, 18].

HapyweHus 6eTa-OKMCNEHHUS XMPHbIX KUCNOT
(kog no MKB-10 — E71.3 HapylueHne o6MeHa XUPHbIX
KMCnoT)

HapyLeHus 6eTa-0KUCNEHUS XXMUPHBIX KUCNOT — 3TO
HacnefCcTBeHHble 3a60NeBaHNs C ayTOCOMHO-peLiec-
CUBHbIM TUMOM HacneaoBaHus. MeTon AMarHOCTUKK —
TMC. [Ina nocTaHOBKW AMarHosa opraHUYeckux auup-
ypuil onpefenstoT KOHLEHTpauun auunKapHUTUHOB.
Mpy nNepBUYHOM OTKJIOHEHWM OT MOPOrOBOr0 YPOBHS
auunKapHUTMHOB NPOBOAAT peTecT. [oaTBepxaato-
Wwas [MarHoCTUKAa — XapakTepHble npodunu cnekr-
poB auunKapHUTMHOB No TMC, opraHu4Yeckux Kucnot
MOYN, MONEKYNAPHO-TeHeTUYecKoe UccnepoBaHue.
OCHOBHbIe K/IMHUYECKME NPOSABAEHUS — MbILIEYHas
TMNOTOHMA U CNAboCTb, KETOTUYECKAS TUMOTIMKEMUS,
MeTabonuyecKkne Kpusbl, AMKapboKCcMNoBas aunaypus,
Peite-nofo6HbIi cHAPOM. JleyeHne noxusHeHHoe. Ma-
LMEeHTOB HabnofaT Bpay-nefuartp, Bpay-HeBponor,
Bpauy-reHeTuk [19]. YacToTa Ho30M0rMYECKMX (OPM
HapyLeHWii B-OKMCNEHNA XUPHbIX kucnoT B PO 6yayT
YTOUYHEHbI N0 pe3ynbTaTy nposegexus PHC.

MNepBuyHas KapHUTHHOBAA HEJOCTATOYHOCTb (KO
no MKB-10 — E71.3 HapyleHue 06MeHa XUPHbIX KUC-
NoT (NepBHUYHas KAPHUTUHOBAS HEOCTAaTOYHOCTD))

OnpenensitoT CHUXKeHUe KoHLeHTpauumu CO (cBo6oa-
HbI KapHUTUH). 3aboneBaHue BbI3BaHO MyTaLUAMM B
reHe SLC22A5. OCHOBHOe neyeHWe — Ha3HayeHue Je-
BOKAapHUTUHA B cpefiHeii gose 100 Mr/kr B cyTku (50—
400 mr/xr), KoppeKLus Npu MeTabonanyeckom Kpuse.
YactoTa B mupe coctasnset 1:20 000-1:70000.

CpepHeuenovyeyHasa auun-KoA perupporeHasHas
HepocTaTouHocTb (MCADD) (koA no MKB-10 — E71.3 Ha-
pylLeHne 06MeHa XUPHbIX KUCNOT (CpefHeLenoyeyHas
aunn-KoA permaporeHasHasi HeflOCTaTOYHOCTD))

OnpepensoT NOBbIWEHNE KOHLEHTpaLuUmn cpegHe-
LenoyYeyHbIX auunkapHUTUHOB: C8 (oKTaHOMNKapHK-
TUH), C6 (rekcaHounkapHuTuH), C10 (nekaHounkapHu-
TUH) n C10:1 (BeueHUNKapHUTUH), COOTHOLWeHne C8/
C10 n C8/C2. BbizBaHa MyTauusamu B reHe ACADM.
OCHOBHOe neyeHune — u3beratb rofofaHua ¢ Lenbio
npobunakTUKM rMNOraMKeM1MyYeckux cocTosiHui. Mpu-
eM nuwm Kaxgaole 3-6 4 gns geten crapwe 1 roga
B 3aBMCMMOCTM OT BO3pacTa, yalie y miajeHLesB.
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Mpu Huskom CO — HasHayeHue KapHWUTUHA. Koppek-
Lusa npu MeTabonmyeckoM Kpuse. YactoTa B EBpone u
CLA cocrasnset 1:8300-1:15 000.

OnuHHouenoyeyHas auetun-KoA perupporeHas-
Has He0CTaTOYHOCTb (HEA0CTaTOYHOCTb MUTOXOHA-
puanbHoro TpudyHkuuoHanbHoro 6enka (TFP), Hepo-
CTaTO4HOCTb 3-ruppokcu-auun-KoA-pgernaporeHasbl
XupHbix kucnot (LCHADD) (kog no MKB-10 — E71.3 Ha-
pyLUEHWE 06MEHA XUPHbIX KNCAOT (ANNHHOLENoYeyHast
auetun-KoA germaporeHasHas HefLoCTaTOYHOCTb))

OnpepensitoT NOBbIWEHME KOHLEHTPaLWK auunkap-
HUTUHOB; C180H (3-r1zpoKCcK-OKTaAeKaHOUKAPHUTHH),
C18:10H (3-ruppokcu-okTafekeHomnkapHuTuH), C160H
(3-ruppokcu-rekcagekaHonnkapHutie), C16:10H (3-ru-
APOKCH-reKcaleKEHONKAPHUTUH), CHUXKEHUE YPOBHSA
CO (cBo6OAHbIN KapHUTUH). BbisBaHa MyTauusMu B
reHe HADHA. OCHOBHOe neyeHue — yacTble Npuembl
nuLK, nepepbiB He 6onee 3-6 4 fHeM U 3-8 Y HOUbIO
B 3aBMCMMOCTW OT BO3pacTa, AueTa C OrpaHNYeHuem
B paLMOHe NPOAYKTOB, 60raThiX AMHHOLENOYEYHbIMU
XXUPHbIMW KUCNIOTaMK, BBEAEHME CMeLnanyu3npoBaHHbIX
NPOAYKTOB NeYe6HOro MUTaHWSA, COAEPXaLUMX CpefHe-
LLenoYyeyHble XUPHbIe KUCNOTbl. pKU cConyTCTBYHOLWMX
COCTOSIHUSIX HE PEKOMEH[I0BaHO HasHayeHue Banbnpo-
eBOW kucnoTbl. YacTtoTa B Mupe coctasnset 1:300 000.

OyeHb AnuHHoOLenovyeyHas auetun-KoA perugpo-
reHasHas HegoctatoyHoctb (VLCADD) (kog mo
MKB-10 — E71.3 HapyweHue o6MeHa XWUPHbIX KUCOT
(oueHb pnuHHOLenoyeyHas auetun-KoA permppore-
Ha3Has He0CTaTOYHOCTD))

OnpefensitoT NOBbIWEHNE KOHLEHTpauuu auun-
KapHuTUHOB C14:1 (TeTpapekeHounkapHutux), C14
(TeTpagekaHounkapHuTuH), C14:2 (TeTpagekapmneHo-
UnKapHuTuH), C16:1 (rekcafleKeHOUNKApHUTHH), CO-
oTHoweHns C14:1/C16. BbidaBaHa MyTauusamu B reHe
ACADVL. ToBblweHne 3TUX META6ONNTOB OTMEYaeTcA
npu reTepo3nroTHOM HocuTenbcTBe B reHe ACADV y
KNIMHUYecKu 380poBbIx NuL. OCHOBHOE NleYeHne — aHa-
NOTMYHO TaKTUKe BefleHNs feTel C ANNHHOLenoYeyHoIi
auetun-KoA pernpporeHasHon HefOCTaTOYHOCTbIO.
YactoTta B Mupe coctasnset 1:30 000-1:100 000.

HepocTaToYHOCTb KapHUTMHNANbMUTOUNTPAHC-
depasbi, Tun | (kog no MKB-10 — E71.3 HapyweHue
06MEHa XUPHbIX KNCNOT (HEAOCTAaTOYHOCTb KAPHUTHUH-
nanbmutounTpaHchepasbl, Tun 1))

OnpeaenstoT NoBbllweHNe KOHUeHTpauuu CO (cBo-
60/HbIN KapHUTMH), cooTHOLWeHus CO/(C16+C18), cHu-
XeHue KoHueHTpauuu C16 (rekcasekaHOUIKapHUTMH)
n C18 (cTeapounkapHuTuH), BbidBaHa MyTauusamu B
reHe CPTTA. OCHOBHOe NneyeHune COOTBETCTBYET Tepa-
MUW NPU HapyLIeHUsX 6eTa-OKUCIIEHNS XUPHBIX KUC-
not. Yactota B Mmupe coctasnset meHee 1:1 000 000.
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HepocTaToOYHOCTb KapHUTUH/NaNbMUTOUNTPAHC-
depasbl, Tun Il (kog no MKB-10 — E71.3 HapyweHnue
06MeHa XMPHbIX KUCNOT (HeJ0CTaTOYHOCTb KapHM-
TUH/NanbMuToUNTpaHcdepasbl, Tvn 1))

OnpeaensaoT nNOBbIWEHWE KOHLUEHTpauuu
(C16+C18:1)/C2, cHuxeHue KoHLeHTpauumn CO (cBo-
GOAHDbIN KAPHUTUH). Bbi3aBaHa MyTaumsiMu B reHe CPT2.
OCHOBHOE neyeHwe aHasornyHo Tepanuu npu | Tune.
Ha3HaueHMe KapHUTUHA NPU HU3KOM YpOBHE CBO6OL-
HOro KapHuMTUHa Jo Hopmanusauuu CO. YacTtoTa B
mupe coctasnset 1-9:100 000.

HepocTaTOYHOCTbKaPHUTUH/aLUNKaPHUTUHTPAHC-
nokasbl (kog no MKB-10 — E71.3 HapyweHue o6MeHa
XUPHBIX KUCOT (HEAOCTAaTOYHOCTb KapHUTUH/auun-
KapHUTUHTPAHCNOKa3bl))

OnpepensdoT nMOBbIWeEHWEe KOHLeHTpauuu
(C16+C18:1)/C2, cHuxeHne KoHueHTpauun CO (cBo-
GOfHbIA KapHUTUH). Bbi3aBaHa MyTauusamu B re-
He SLC25A20. OcHOBHOE fieyeHne — n3beratb ronoja-
HUs (cM. Bbiwwe), HU3Koxuposas Aueta (30% Xupos B
paunoHe: 20% — cpefiHeL,enoYeyHble XXMPHbIe KUCNOTbI
C HU3KUM COZEepXaHueM KanpunoBoit kucnotbl (C10),
10% — ANWHHOLENOYEYHbIE XUPHbIE KUCNOTbI), Ha-
3HayYeHWe KapHWUTMHA NPU HU3KOM YPOBHE CBOGOAHOTO
KapTuHa go Hopmanusauuu CO ¢ nocnepytoulein oTme-
Hoii. [MpepnonaraeMas yactota B mupe — 1:1 000 000.

FnyrapoBas auugemus, Tvn Il (kog no MKB-10 —
E71.3 HapywieHne o6MeHa XMPHbIX KUCAOT (rnyTapoBas
auuaemus, Tun Il (MHoXecTBeHHas auun-KoA-gernapo-
reHasHasi HefloCTaTOYHOCTb); FNyTapoBas aLuugemms,
Tvn Il (pu6odnasuH yyBCTBUTENBHAS HOPMa))

OnpepensaT noBbllWeHMe KOHUeHTpauun C4
(n306yTUpunkapHuTUH), C5 (M3oBanepunkapHu-
TUH), C5-DC (rnyTapunkapHutuH, C6 (rekcaHoun-
KapHuTUH), C8 (okuaHounkapuutuH), C10 (nekaHo-
UnKapHuTuH), C12 (popekaHounkapHutuu), C14:1
(TeTpapekeHounkapHutuH), C16 (rekcapekaHoun-
kapHuTuH), C18:1 (OKTajeKeHOMNKapHUTHUH). Ma-
TONOrNA Bbl3BaHa MyTauusamu B reHax ETFA, ETFB,
ETFDH. MNoBblweHne 3TuX MeTabonnToB 0TMevaeTcs
Mpw APYrux HapyweHusx obMeHa pubodnasuHa, npu
Aebuuute pubodnaBnHa y matepu. B opraHnyeckux
KMcnoTtax MO4YM OnNpejensioT NOBbIWEHUe: rayTa-
pOBOIA, 2-TMAPOKCUrNYTapoBOiA, N30BasepuaHoBoOii
KMCNOT, 2-MeTunbyTUpaTa, n3obytuparta, usoBane-
punrauumHa, u3obytupunranuuna m gp. OcHoBHoe
neyeHne — AueTa C HU3KUM cofepxaHuem benka
U XXWPOB, Ha3HayeHne pubodnaBnHa U KapHUTUHA,
KOppeKLust npu meTabonnyeckom Kpuse. YacTtoTa B
mupe coctaenset 1:300 000. YacToTa 3aboneBaHus
B P®, no paHHbim PHC, — 1:205 233 XuBbIX HOBO-
POXAeHHbIX [22].
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MpokcumanbHasn
cnUHaAbHaA MbllWleyHasa atpodusa 5q
(koa no MKB-10 — G12.0 [leTckasi cnuHanbHas Mbl-
weyHas atpodwus, | Tun (BepauHra-ToddmaHa);
G12.1 [lpyrue HacneacTBeHHble CrIUHANbHbIE MbllLey-
Hble aTpodum)

3aboneBaHue ¢ ayTOCOMHO-PELIECCUBHBIM TUTTOM
HacnegoBaHus. Mytauuun B reHe SMNT npuBogaT K
YMeHbLUeHNI0 KonuyecTBa 6enika SMN ¢ nopaxeHuem
Q-MOTOHEHpPOHOB CMUHHOMO MO3ra. KnuHuyecku npo-
ABNAETCA MPOrpecCUpyoLLEN MbllLeYHO aTpodue,
MbILEYHOI CNabocTblo U rMNOTOHMeN. Mo KNuHUYe-
CKOMY TEYEHUID U CPOKY MaHWbecTauuu BblAensawoT
yeTbipe TUNA CNUHANbHO-MbIlWeYHOI aTpodpun (CMA).
MpW CKPUHUHIE Y HOBOPOXIEHHOrO MOMEKYNspHO-Te-
HETUYECKUM METOAOM OMpefensitoT YacTylo MyTauuto
(95-98% cnyyaes) B reHe SMNT — neneuus aK30Ha 7 B
rOMO3MrOTHOM COCTOSIHUM. [1pK BbISIBNIEHUM AeNeLnm B
rOMO3UrOTHOM COCTOSIHUW NPOBOAMTCS Bepudukaumus
B pedepeHC-LeHTpe 1 ONpeSenseTcs YUCNO KONWii reHa
SMN2 — reHa, cxoxero co cTpykTypoii reHa SMNT Ha
99%. C yBennyeHuem yucna konun reHa SMN2 ta-
XeCTb KNuHuyeckoi kapTuHbl CMA ymeHblwaertcs.
Yucno konuit SMN2 onpepensieT Bbl6op TapreTHOI
Tepanuu. Paspa6oTaHo aTonaToreHeTUYECKOe neye-
HWe, NO3BOJIAKOLLEE NPEAYNpeXxaaTb pasBuTHe TAXe-
noi cumntomaTuku. NMayunentoB co CMA HabnogatoT u
HasHavaloT neyeHune Bpauun-Hesponoru. Mpu Hanuunu
KNWHWUYeckon KapTuHbl CMA n oTcyTcTBUM naTtonoruu
Mo pe3ynbTaTy CKPUHMHIa TPeOyeTCcs CEKBEHUPOBaHMe
reHa SMNT c uenbto UCKNIOYEHUA TOUKOBbIX MyTaLnil B
9TOM reHe. YactoTa 3a6oneBaHusi B PO no pesynbrary
paclUpPeHHOro HeoHaTanbHOro0 CKpUHUHra 3a 2023-
2024 rr. coctasnset 1:8439 [20].

MNepBUUYHbIE UMMYHOAEDULUTDI
(kog no MKB-10 — D80 WUmmyHopeduunTbl ¢ npe-
UMYLLECTBEHHON HEAO0CTaTOYHOCTbIO aHTuTen; D81
Kom6uHupoBaHHble UMMYHoAeduLuTb; D82 UMMyHO-
aebuumnTbl, CBA3aHHbIe C APYrMMMU 3HAYUTENbHBIMHU
pedektamu; D83 O6bIuHbIA BapuabenbHblii UMMYHO-
peduumt; D84 [ipyrue uMMyHoaedULNTbI)
BpoXxAeHHble MMMYHHbIE HapylleHUs — pasHo-
obpasHas rpynna reHeTUYeckn 06YCNOB/EHHbIX 3a-
60NeBaHUI, XapaKTepusywLuxcs aedekTamm KoMno-
HEHTOB UMMYHHOW cucTembl. [IPUYNMHON NEPBUYHbIX
MMMYHOAEQUUNTOB ABNAIOTCA FEHOMHbIE, XPOMOCOM-
Hble, reHHble MyTaLun. CKPUHWUHT NePBUYHBIX UMMYHO-
AeduuMTOB NPOBOANTCSA C MOMOLLbHO MOMEKYNIAAPHO-TE-
HETMYEeCKOoro MeTofa: onpeaenstoT BHEXPOMOCOMHbIE
KOMbLIEBbIE CTPYKTYpPbI, 06pasytolmecs Bo BpeMst And-
depeHumposku T-knetoyHoro (TREC — T-peuenTopHoe
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9KCLM3MOHHOE KONblio) U B-knetoyHoro (KREC —
Kanna-feneLmoHHoe PeKOMOMHALUOHHOE KCLIN3UOH-
HOE KOMbLo) peuenTopoB nuMdounToB. KonuyecTso
konuit TREC/KREC otpaxaeT yucno T- u B-knetok,
BbILIEALNX M3 TUMYCA M KOCTHOrO MO3ra B KpOBO-
TOK. CHMXeHWe ypoBHeii Noporosbix 3HayeHnit TREC/
KREC cBupetenbcTByeT 0 BO3MOXHOM HapylleHuu
T- 1 B-KNeTOYHOro 3BeHa MMMyHogeduuuta. Petect
¥ MOATBEPXAaloLWasn AnarHocTuka npoBoAATCA C Npu-
MeHEHWEM UMMYHO(PEHOTUNUPOBAHUSA NIMMAOLMTOB
METOO0M MPOTOYHON LUTOMETPUU, MOMEKYNSAPHO-
LUMTOreHeTUYECKNX U MONEKYNSAPHO-TEHETUYECKUX
MeTOAO0B UCCNefoBaHusA. Hanbonee yacTo no pesysnb-
TaTy HEOHATANIbHOr0 CKPUHWUHIA BbIABAAKOTCS: TAXE-
nasi KOM6UHWUPOBAHHAs UMMYHHast HeLOCTAaTOYHOCTb,
cuuapom [n xopaxu, cuHapom HuiimereH, aramma-
rnodynuHemus ¢ gebuumtom B-knetok. lNauneHToB
HabnoAaeT Bpay-uMMyHonor. Cnegyet NOMHUTb, YTO
CKpUHUHT Ha TREC/KREC BbisiBnsieT He Bce (opMbl
nepBUYHbIX UMMyHOAehUUUTOB [21].

3AKAKOUYEHUE

HeoHaTanbHbI CKPUHUHT MO3BONSIET HA LOKINUHM-
YecKoii CTaAnm BbISIBUTbL 06CNeAyeMble 3a60eBaHNs U
Ha3HauYMTb CBOEBPEMEHHOE JieyeHne. BaXKHO NOMHUTD,
YTO HECMOTPA Ha HOpPMasibHble YPOBHU UCCNeAyeMblX
MapKepoB B KPOBW HOBOPOXAEHHOTO, NPU KANHWUYeE-
CKOM NMOJAO03PEHUN Ha JUarHocTUpyemble Npu npoBe-
AEHUM HeOHATanbHOro CKPUHMHra 6onesHu cnepyet
MOBTOPHO 06cnefoBaTh pebeHKa U/Uan HanpaBUTb Ha
KOHCY/IbTaLMi0 K COOTBETCTBYIOLLEMY CMeLuanucTy.
BbisiBNeHMe B ceMbe HacneACTBEHHOro 3aboneBaHus
No3BONSAET MPOBECTU MELUKO-TEHETUYECKOE KOHCY/b-
TMPOBaHMe W 0Ka3aTb NOMOLLb B POXAEHUN 3[0POBOrO
pe6eHKa, B TOM Yucne C NPUMEHEHNEM METOZOB BCMO-
MoraTesbHbIX PenpoAYKTUBHbIX TEXHONOTWA.

AOMNOAHUTENbHAA UHOOPMALIUA

Bknapg astopoB. [1.0. /BaHOB — CyLeCTBEHHbIN
BKNaj B 3aMbICen 1 AU3ailH CTaTby, CO0p U aHanu3 AaH-
HbIx; J1.B. JlasuHa — c6op nHdopmaLmm no Hoonoruye-
CkuM hopmam 3a6oneBaHuii, BXOAALLMX B UArHOCTUKY
HeOoHaTaNbHOro CKPUHUHIA, AaHHble N0 YacToTe BCTpeya-
€MOCTH, OnucaHne KIMHUYECKON KapTUHbI, MOArOTOBKA
ctatbm; J1.A. ®egopoBa — c60p AaHHbIX U ONMCaHKe Knu-
HUYECKOI KapTUHbI B HEOHATaNbHOM Nepuoje Ans HO30-
nornyecknx Gopm, OKoOH4aTeNbHOe OA06PEHIE CTaTbM.

Bce aBTOpbI NpoyYnu 1 oAo6puIn GUHANbHYO Bep-
CUIo nepea nybnukaumueil.

KoHdnuKT MHTepecoB. ABTOpPbI JEeKNapupyoT OT-
CYTCTBUE AABHbIX U NOTEHLMANbHbIX KOH(JIMKTOB UHTE-
pecoB, CBA3aHHbIX C Ny6iMKaLnen HacToALE CTaTby.
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